Dr. E. A. COCKAYNE said there could be little doubt that this condition was due to an error of lipoid metabolism. Three brains had now been examined, two by Ashby, Stewart, and Watkin,1 and all showed changes in the central nervous system similar to those found in infantile and juvenile amaurotic idiocy. In gargoylism, however, the lipoid did not stain with scarlet red as it did in the other two conditions. [March 25, 1938] Two Cases of Cranio-Carpo-Tarsal Dystrophy of ? Undescribed Type. E. A. FREEMAN, F.R.C.S., and J. H. SHELDON, M.D.
These two children have a similar facies, associated with identical X-rav changes in the skull, ulnar deviation of the hands, and talipes equino-varus. So far as can be ascertained the children are not related. Their grandparents were not related. Of their 16 great-grandparents, only 12 can be identified, and these were not related. It has not been possible to trace the family histories further back. I ( fig. 1 ).-Male, aged 2 years and 9 months. Elder child. (A second child is normal.) No relevant family history. No consanguinity of parents. Seven months baby, born by normal labour without instruments. Weight at birth 31 lb. including clothes. His appearance caused such consternation that after being shown to his grandmother, he was " put out to die ". The legs were apparently in a " Buddha" position. At the back of the head was a lump described as " jelly-blood " which absorbed or disappeared in three days. The eyes were so deep in the face as to be hardly visible, and the lower forehead and eyebrows were occupied by a transverse I Brain, 1937, 60, 149. swelling-the remains of which are still present-which made the depth of the eyes more apparent. There was hardly any recognizable nose, and the mouth was very small. (The doctor thought he had been crushed during birth, but the mother has since been delivered without difficulty of a larger child.) He was unable to suckle as swallowing made him choke, and for some days he was fed with drops from an eyedropper-more than one drop " stuck in his throat ". This difficulty disappeared in a short time and he was brought up on ostermilk. In view of the deformity of the feet and hands he was sent to one of us (E. A. F.) at the Royal Hospital, Wolverhampton. There was extremely severe bilateral talipes equinovarus, which presented no unusual features. There was also marked ulnar deviation of the hands, but no associated bony abnormality could be seen by X-rays. In the autumn of 1937 he suffered from an empyema, which was successfully drained. No other developments of note. The relatives are all agreed that the facial condition is slowly improving. Present condition.-General development good. No abnormalities found on routine examination. Mentality fair; he is able to talk, and to frame short sentences and he can repeat simple nursery rhymes.
Hands and feet: No treatment has been given to the hands, as they have continued to improve in function, but the feet have received a great deal of treatment, with disappointing results. Correction was first attempted by Brockman's method of pads and strapping. Little progress was made, and plaster correction was resorted to, again without success. More recently an attempt has been made to free the scaphoid from its attachments on the inner side. This was done purely as a temporary measure, and bony correction will probably be needed at a later date.
Face: Across the lower forehead just above the eyebrows is a soft subcutaneous swelling, which appears to have been more marked at birth. The eyes are very deeply set. The cheeks are swollen and shiny and are sometimes unusually pink. The bridge of the nose is very broad and out of proportion to the lower end of the nose. The space between the nose and the upper lip is very wide, and the mouth is small in proportion to the face as a whole. In the past there has been an abnormal amount of salivation, and this is still somewhat troublesome. A skiagram of the skull shows a defect in union between the frontal bone and the floor of the skull (fig. 2 ).
II.-Female, aged 1 year and 7 months. Only child. No relevant family history. No consanguinity of parents. Normal labour; there is doubt as to whether she was born at term or at eight months. Birth weight 41 lb. Nothing unusual was noticed in the face at birth except that the mouth was small, but it was immediately obvious that the hands and feet were deformed. She was able to suckle and there was no difficulty in swallowing. Breast-fed for fourteen days, and then given ostermilk. Seen by one of us (E. A. F.) at an early age at the Royal Hospital; is still receiving treatment for the limb deformities.
Present condition.-General examination negative. AMentality fair; can say simple words but cannot frame sentences.
70}
Hands and feet: When the child first, attended hospital on 22.6.36, there was severe bilateral talipes equinovarus with extreme adduction and inversion. Correction was attempted by Brockman's technique of padding and strapping, but the feet did not respond well to this, and plaster correction was resorted to, also without success: the feet tendedl to relapse in spite of treatment by massage, strapping, and night splints. Operation was then performed. The scaphoid w-as freed along its inner attachments and the feet were put in plaster again. There is still marked deformity. This child also has some ulnar deviation of the hands, but considerable improvement has occurred wTithout treatment.
Face: Similar in general appearance to that of the patient in the first case, but abnormalities are less marked. There is no supra-orbital swelling, and the eyes are not deeply sunk. The cheeks are rather fatty, and the lowrer end of the nose is small and narrow%N in comparison with the upper end. The space between the nose and the upper lip is wide, and the mouth is small. A skiagram of the skull shows the same abnormalities as in the first case.
Discussion.-Dr. F. PARKES AVEBER said he thought that these cases represented an undescribed type of developtm-ental abnormality of the skull.
Dr. E. A. COCKAYNE said that he had not seen this condition before and did not remember any description of it in the literature. Condition when previously show-n (see Proceedings, 1936, 29, 499) , at the age of 243 months: Well-marked calcification of iliac and femoral arteries seen by X-rays; numerous subcutaneous deposits of calcified material present in legs and around the elbow. The origin of these was doubtful, for the child had received unknown amounts of vitamin D before coming under observation. This treatment had been discontinued for two months before January 1936, when it was stated that the subcutaneous plaques already seemed smaller. The child's appearance suggested a condition of subthyroidism, and the blood-counts revealed an anamia associated with lymphocvtosis (maximum of 7050 lymphocytes in a total count of 15,400 wrhite cells per c.mm.). Subsequent progress.
Arterial Calcification and Subcutaneous
(1) The deposits of calcium in both arteries and subcuitaneous tissues have slowly decreased, and skiagrams are now entirely negative in this respect. By March 1936 the calcification in the arteries was much less, and the subcutaneous deposits were smaller and more broken up. Deposits in the region of the left knee and right elbow had already entirely disappeared. In April 1936 the arterial condition had become almost invisible on the X-ray plate, though the subcutaneous masses were unchanged, and the same state of affairs was present in June 1936. By July 1936 the deposits in the legs were fragmentary and in November
